), a 4-yearold phenotypic male was studied because of abnormal external genitalia. He was the product of a normal pregnancy and is the second child of a 24-year-old mother and 33-year-old father. Their first child is a normal female. The family history is unremarkable. Physical examination showed an active boy with normal height, weight, and head circumference. He had a biphid scrotum and scrotal hypospadias was present (Fig. 1) 
Since the procedures for chromosome banding were introduced, many examples have been found of deletion of the bright fluorescence of the distal twothirds of the long arm of the human Y chromosome. In most of the cases this has been caused by simple deletion of this chromosome segment, in others to Y autosome translocations, and in a small number of cases the lack of fluorescence appears to have a biochemical explanation.
We have studied a child with abnormalities of sexual development, a mixed gonadal dysgenesis, and X/XYq-mosaicism. Only one other similar patient has been reported (Conen et al., 1961) .
Case report
The patient, C. D. (born 12 March, 1971) , a 4-yearold phenotypic male was studied because of abnormal external genitalia. He was the product of a normal pregnancy and is the second child of a 24-year-old mother and 33-year-old father. Their first child is a normal female. The family history is unremarkable. Physical examination showed an active boy with normal height, weight, and head circumference. He had a biphid scrotum and scrotal hypospadias was present (Fig. 1) trypsin treatment showed a normal pattern except that the Y chromosome was smaller than usual (Fig. 3) .
Chromosome analyses were also carried out on the parents; the father's karyotype showed a normal Y chromosome and there was no evidence of abnormalities in any of the other chromosomes (Fig. 2) . The mother's karyotype was also normal.
Comparison of the father's Y chromosome and the proband's Y chromosome was made by measuring 20 metaphases using a lens with a scale of 0-2 mm graduation. The Y chromosomes of the father and the patient showed a significant difference in length with a P value of between 0 001 and 0 01 (Fig. 4 and Table 2 ).
Blood group tests (Table 2 ) and the striking re- Fig. 3 G banding Tests to evaluate testicular function showed that plasma testosterone levels were raised from a basal determination of 20 ng/ml to 188 ng/100 ml after dexamethasone and HCG were administered.
Discussion
Mixed gonadal dysgenesis has been reported frequently (Davidoff and Federman, 1973) associated with different types of mosaicism, from the classical X/XY to the X/XY/XYY constitution (Yunis et al., 1974) and X/XY dic (Hayek and Yunis, 1975) . A very similar condition to the one presented here, both in clinical picture and chromosome constitution, was reported previously (Conen et al., 1961 (Noel et al., 1971; Buhler, 1971; Develing et al., 1973) . Lack of fluorescence 
